The Pallister-Hall syndrome is characterised by specific facial anomalies, postaxial polydactyly, imperforate anus, and brain anomalies including a diencephalic hamartoblastoma. The hallmarks of the McKusick-Kaufmann syndrome are hydrocolpos owing to vaginal atresia, postaxial polydactyly, imperforate anus, and congenital heart defects. We report a patient with the unique features of hydrocolpos, postaxial polydactyly, and hypothalamic hamartoblastoma and discuss the different aetiological considerations of both syndromes and implications for clinical management. (JMed Genet 1995;32:125-128) In 1980 a new syndrome was described by Hall et all called Pallister-Hall syndrome (PHS). The main symptoms are facial anomalies, postaxial polydactyly, imperforate anus, and hypothalamic hamartoblastoma. Postaxial
polydactyly and imperforate anus are also typical of the McKusick-Kaufmann syndrome (MKKS). This syndrome, however, additionally shows hydrometrocolpos, hydronephrosis, and congenital heart defects. 23 We report here a patient with features of both PHS and MKKS.
Case report
The proband is the second child of healthy, non-consanguineous parents. A previously born son is normal and the family history is unremarkable. There was no drug usage or any unusual environmental conditions during the pregnancy. In the last weeks of pregnancy a cystic mass in the lower abdomen and bilateral hydronephrosis were detected by ultrasound. Delivery was normal at 36 weeks, birth weight was 3050 g, length 45 cm, and Apgar scores were 6-6-7. Multiple congenital anomalies were noted at birth including midface anomalies of a short nose, broad nasal bridge, and a small upper lip. Bilateral postaxial polydactyly and nail hypoplasia were also present. X rays of the 
